An 18 month old girl with partial monosomy for the long arm of chromosome 22 is described. The karyotype was 46,XX,del(22)(pter-*ql3
Case report
The proband was an 18 month old girl born to a 34 year old mother and a 28 year old father. Pregnancy was uneventful with birth weight 3600 g at 42 weeks' gestation. At birth she had a positional talipes, but no other anomalies were noted. At the age of 11 months her head circumference was 44-6 cm (50th centile), her weight was 9 kg (50th centile), and her length was 79 cm (97th centile). She had a rather unusual, low pitched, growling cry. There was a small umbilical hernia and coccygeal dimple. Other than a constant running nose Various normal and disease genes have now been mapped to the 22q13-*qter region, namely the meningioma chromosome region, 13-galactosidase-2, arylsulphatase A, NAOH-diaphorase-1, and preproacrosin (ACK).6 It would be of interest in such cases as ours to study the enzyme arylsulphatase A (ARSA) activity for example. A reduced activity would be expected, consistent with a gene dosage effect, owing to deletion of one of the two homologous genes.7
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